SUMMARY The association of microcephaly, mental retardation, cataracts, and hypogonadism is described in sibs (brother and sister) of consanguineous parents. These features are consistent with a diagnosis of Martsolf's syndrome. In addition, one sib had a cardiomyopathy while the other had cardiac failure. 
The association of microcephaly, mental retardation, cataracts, and hypogonadism was first reported in 1978 by Martsolf et al in two brothers who were the offspring of first cousin Polish-Jewish parents. The two boys were said to look alike facially in that both had pouting lower lips, flat malar areas, and relative prognathism. In a further case report,2 two brothers whose parents were unrelated Sephardic Jews had microcephaly, mental retardation, cataracts, and hypogonadism, but looking at the pictures the dysmorphic facial features were minor, and it seems unlikely that there is an easily recognisable facial gestalt. Strisciuglio et aP3 described one male patient of non-Jewish ancestry who also had microcephaly, mental 3' related, in that the father's grandmother and the mother's father were brother and sister (fig 1) . The youngest child, a female (IV.6, fig 2) was born at term, after a normal pregnancy and delivery. Her birth weight was 2800 g and she was discharged from hospital after five days, only to be readmitted at 10 days of age because she was jittery. On examination, her head circumference was 34 cm which was on the 10th centile and consistent with her weight. She (IV.4, fig 3) , had a normal 46,XY male karyotype. Blood urea, was born at term after a normal pregnancy and calcium, phosphate, and alkaline phosphatase were delivery. His birth weight was 3200 g and there were normal. Urine screen for amino and organic acids, no problems in the neonatal period. At the age of six reducing substances, and mucopolysaccharides was months, it was apparent that he had poor vision with non-contributory. cataracts, marked hypotonia, minimal head control, and exaggerated tendon reflexes. There were un-Discussion descended testes. He had slight hirsutism but no evidence of maxillary retrusion, pouting mouth, or There have been to date a small number of families lax finger joints.
with microcephaly, congenital cataracts, mental When reviewed at nine months of age, his head retardation, and hypogonadism to which the circumference (40 cm) was 3 cm below the 3rd eponym Martsolfs syndrome has been attached' 4 centile, while his weight (7.7 kg) was on the 3rd (table 1). The criteria as outlined above are distinct centile and his length (71 cm) was on the 25th and would be regarded by most dysmorphologists as centile. By 18 months of age, his head circumference being good handles for a diagnosis. The combinawas 4-5 cm below the 3rd centile. He was still tion of microcephaly, mental retardation, and catarhypotonic but appeared to have visual attention acts occurs in a number of conditions, many of 
